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[Abstract] Acute myeloid leukemia (AML) is a range of clonal diseases with high heterogeneity. It
characterized by typical morphology, immunology. cytogenetic and molecular genetic. Available evidence
supports reproducible gene mutation is critical in AML. especially in diagnostic typing. risk stratification
and prognostic evaluation. Moreover, agents targeted mutantions also have been applied in clinical research.

We review these gene mutantions closely related to the prognosis of AML, thereby helping to understand

and explore the pathogenesis of AML better.
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2 M55 40 M H I % Cacute myeloid leukemia,
AML) J& — 41 /5 B 7 B i 5 s PR e R L AT IR Y
g UN e S R I I ) U e S & M U e
fiE . o, H M 40 3 A% 2% S R R 98 2 L AN A
& M (nucleophosmin, NPM)1,CCAAT ¥R 145 &
FH « ( CCAAT-enhancer binding protein alpha,
CEBPA) 45 4 A 2¢ 48, & # i 7 10 A4 41 41 (World
Health Organization, WHO) ;¢ 3¢ [ [E 7. 25 5 i iE M
2% (National Comprehensive Cancer Network, NCCN)
e AML 12 W4 8 fa ks 43 )2 e vE Al 1 )5 Y
R, Tk BEES ARERNTFEA AR TR
51 (single nucleotide polymorphism, SNP) #5443 #r
R B A 2 S B R I K i 78 AML v 3
S Z ) S8 R X s R B AT B S AML 19
IR HLH K UG A O R AT

1 BRARHMEERE

1.1 Fms FEEEZRR MG 3 5K 548

Fms #£ % & % % B ( Fms-like tyrosine kinase,
FLT)3 J& Il %Y 57 {4 Fi% 2 2 3 Bl 2 5 B Ot o H: iy i Ak
DX 35 6 DX R L P DX 338 40 B A AE 3 i AHL 448 L i
LN SR N T NS e O T = v Q2 |

FLT3 SRS & 0855 A HE & Lk EL AR AH 20 10 55 4%
B Ak T i il % B . Berenstein' B 5% 45 B 3 B,
FLT3 HER 248 & AML i 3% v & Az 28 fie e 1 56 R 2%
Ap 2z — Hu LT AML & FERL, HATC &k 2 F
Wy FLT3 KA 978 . 1 P i BB 45 04 B0 5 14 F0
15 5 4h B+ M N3 B B R 4E (intenal tandem
duplication, ITD); 75 1 Ff & g & FR ¥4 B 45 # 3K
(tyrosine kinase domain, TKD) %8 20 5-4h & T 1Y 45,
RAL LT HAFACIR N L W WL SR 835 LR [T4A R
R (Asp835) FR FE R A8, bk 2 Fh 28 A8 ¥ T 3 ik
FLT3 (a5t HEE AL, 30 T i 5 % 005 5 7 5 {2 it
I 490 i 338 %, I 30 L T, Bk 2 BpR AR b L
FLT3-ITD %488 R UL, H 5 AML & & % LK
77 (disease free survival, DFS) & & Mk 4 7#
(overall survival , OS) R E FEHH L, 2 AML & W5
ANEMEERE" .
1.2 o KIT R [K 248

C-KIT 2 i 28 R W il 52 R 88 I KR B R 2
— HAE A T A M 32 A 0] DU — R AIE 53
Z 5% T AR 5E s . BRSO HAY
IR T IEH 3 01 /A 40 A 5 R R 40 S N P R 4
MiZR I, FEH AN LT AR S e AR



2

B AR ARHOREPE B BB R AL . TS TS SR
WA B R AR PN A0 B M 3 A S SR R . IR AR
Paschka %5 fff 58 45 5 @R, 25 %0 ~ 30 %6 WO A% 0 45 &
KT (core binding factor, CBF)-AML H & i 1% 7&
o KITHE P 58742 , 4 45 2 14 g X AR 265 17 5 4h g 7l
G SZ AR A X B 5 8 S A B TR AR . 7E AR A
CBF-AML 1, & Jf o KIT KK 548 1 i H &2 k%
IR B AU 22 JLE CBF-AML & &k %
Ko OS RNIA3Z - KIT H£ K %25 1Y 50 ,
1.3 JRA TS & 1 L

RAETE & M 1L %% (mixed linage leukemia, MLL)
FEREANL T G (K 1123, H 4 i 1 25 11 AT GE ] 38 55
LI iR & B R I 4k . H ET . de Boer 45 5Y 4
R E Y ARG A MLL LN REFI 60 22 Fif 3 [
TV B il 5 PR G A 3 R R 1) il 5 A 11 T B R T T A
HE DAL ) B SR P DT A IR 22 b B IR ) E R 63 L 1 A
i LT /AL ) B PR SR R AR K RE o, A
M & 4. £ AML th MLL 5 8 e & A %R
5%~10% .4 MLL 3 & HE 1) AML K 2 0% MR
1 R E AT N U B E AR IR, R AML fi S
ZRSIRES

2 FREATRERIFHEERET

2.1 E#EEE 1 EERAE

NPM1 JEH 4t 1 Ffpf Z DI 25 M 8 1, B2 @
FAEAT X, AT R R R S AR R 2 IR 254 . B 5
R NGRS R AN AN NI R I NV O A i
T 080 42 40 1) S B R R A A K . NPMI S (R 58 A
A& H AT AML g i WL 28 28 T8 20, 29 i ir 5 AML (1)
25%~35% , M 7 1IE % A% B i) AML H 7] 7 41% ~
62% ., AML fifiy NPM1 B[N 5728 — i 45 12 5 4h
BT MELE, HEiC B4 50 £ F4K, 58
K BAUAFAE NPM1 3[R 58 45 1 (835 X S 4k J7 & i
TR L 58 4 B2 (complete response,CR) &, & k&R
ik . DFS 2 [ OS 8] g 39, I H X S 7l J5 48 br 5 1k
PR MR, NPMIT /FLT3-1TD ™ 2 K 40 it 15
2t AEWE B FLT3-ITD ARl sy () i 5 &, & AML
UV ERES SRR =3 T
2.2 CCAAT MR F&5GHE N o N R

CEBPA S i T 4 A {k 19q13. 1,cDNA 4K
2 385 bp, CEBPA KL K 4 ih i) CEBPA J2 7 47 38 1l
FRGERLFR A A I HE G S DR A U TR 4 i 8 A
A IS R R G EEAE . 10%0~20%0 19 AML B
fE7E CEBPA B[R %78, Z 8 [l it B A N o A1 C i B
M5 A, HAr A fEA TR P A8 36 1 RGeS o
CEBPA 3N B # W5 R 4F . H CR R [ DFS % K&
OS RZHW B F I EH . H CEBPA JEH XM 5
A RH A HAT R R 58 AR 5 0 58 A fRE T
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3.1 ST R N G M A R A

SRR R i & 8 (isocitrate dehydrogenase, IDH)
S R TRAG T %) KR i , AR AT T P B S A% R
(nicotinamide adenine dinucleotide, NAD) m¥ 4 Ik i i
N2 14 — 4% F B8 B 2 (nicotinamide adenine dinucleotide
phosphate, NADP) f fb, 5 #7168 B2 480 b IR 58 A= ik o TR
PR T AH AR R i AR TR R R R S T R
(reduced nicotinamide adenine dinucleotide, NADH)
B J B0 R e B ORE S R R W R (reduced

nicotinamide phosphate,

NADPH)., IDH £ H&45 7 AML B8 # ik 4 %
25k 10% A6 IE F A% AML v & 2k 30% . 3
GEAS A B IDH 45 132 i K & MR 5k 2% (R132)
IDH2 55 140 K5 &R 7% 5L (R140) & IDH2 % 172 fif
FERYE FHE (R172) . IDH %E [H 2 48 1 1l 5 #7168 R 41
AR 2 35 A B o B G IR ) B 0 R M AR B o R R
T T 1) 356 1 A i R IR R W T 1o R L
W EOE K B i A Y R AR A R R R R R
i 9 LA R A L RS M 25 4 TR B, IDH P 5 AR
W] RAG BT I TS M T AL o B S TR AR B 2 R
TR T R AN M 2 BRI R E R,
RO B mE e XN 4L B (methyl cytosine
dioxygenase, TET) 2 4K #i o 5 — 8 f## fb 5-FF Ik i s
W A i 5 FEY 5 b g W 1) 8 7 5 0 I 5 5 B Il
WA LA R A BRI RN 2 —T . HAT,
IDH 28 A8 78 PEAl AML 5 7 T it J6 58 — 2518
HF5E 4R BoR . 750 NPM1 28748 ) AML 3 7E 1F %
R AML g3, IDH 5 R 58 A8 D) X6 1 3 3 4K A 77
B 18] 77 A R R
3.2 FF L g e BUN AU 2 5 ] g AR

TET2 j& TET & H RGN 72— H g 5 56 K A7
F Yk 4924, RT3 o 5 4 L DNA 2 B 5646 fi e
FEAE AL ZE 2R 1M Ak B XU UL 35t 1 18 i 9 s 35 TR A
LS Sk m e . FE s R 5o, TET2 5 FH
2P I W T AR AE R AR L AE AML ) AR E R
7% ~23% . TET2 #H K5 AT 20 AL 45 Bl 2k 28 48 L TG
MGEAR R 5 AR K LA 2 R TR M R AR L A
I3 iR o 5 TDH 3 R g A8 1A HER . H R,
TET2 JHEAZ LTS AML B 5 HH5¢ 1w I 318
PESS IS B4 W58 WoR IE ALY AML B35 35 (7
16 TET2 3P 2728 MR R filf5 R R
3.3 DNA WILH G 3A 3N &4

DNA H 3 % % i ( DNA methyltransferase,
DNMT)3A J& H JL5 7 il 52 1 i It 22—« Fo 4 1 JE [
i F etk 2p23, ZE AN CpG 18R 1) M

adenine dinucleotide
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WENESEAT H Ak . BEE & 3 DNMT3A JEH %848 & A4
ZAE AML P ek 22, 1% W T E . EE K
[ (French-American-British, FAB) & 1E 4 43 &I i) M4
WoR, RBEZ Mk oR-ER OB 4 M I 9§ Cacute
myelomonocytic leukemia, AMML) ; B¢ M5 WV &Y, Hl &1
PE B 40 M 9 Il %% (acute monocytic leukemia,
AMoL) , HRAE A LIS L5748 £, RAS I g
T 23 SANE T 45 X A5 882 i K & MR 4% 3
(R882) ,iZ 748 1] [ Ik DNMT3A [y fiEfb i Pk K H 5
DNA ZEFl 77, [l B 98 22 85 1 77 9 i ] fig 48 45 HAth D)
A&, fEfE DNMT3A S %48 (1) AML i3 A 7 1 46
BB RSB R R BUR AR,
3.4 MERMEEN 1 R

PERAE Cadditional sex combs-like, ASXL) & [ 1
J& T ASXL 5  5K E B 51+ g A 5 A6 T e 44
20q11, ZEAEZ MG ELZ RIABEE S YA
Iy — STHEE H2A 8 119 {7 i & m (H2AK119)
AT Rz F Ak, W5 kA 2 PP BE R o AE A
ASXL1 JEH 248, P 78 AML Hr i 58 48 Ry 304 ~
1100, Hoe A8 R AML 5B 3547 % 1) 3 0 T = - 7 4k
& AML B F g A8 A 5 & B F L JF Bk 52
ASXL1 #MH A5 15 AR A X,
3.5 RUNXI %4

RUNXI J& F RUNX & [ 5 % B 01, e 4 B 55 1A
BLF YR 2122, %8 1 ] 4 i s 0 ol R 5 3 ot AR
P YRS I B 11 O o A e = [
BT e 2 I AR T SR R R T I R A A i
I 22 Bl YLt R ) A 1 R DL AT . HETL DR R B
2y 5. 6% AML % P AAE RUNXT S 5848, L%
A EBEPES 3.4.8 54 E T I, I H RUNXT 3
Rl A8 ) AML M 35 H o 3 4 4 #F (event-free
survival, EFS)# ,DFS % & OS %% RUNX1 B4
B AML BE R SR BUS AR,
3.6 BCOR Kt 18

BCOR % He A T 44 4k Xpll. 4, %8 H Al fE
i B 8 4 2 5 W0 22 B G Sk R B0 L ZE R G
W& & L1875 T 40 M ) BE A0 i oA 45 v 34 R T EAR
. s R R 1 3.8 W IEW AN AML g h
A7 BCOR & M 28 48, I H iz #f B 3 % s> MLL,
CEBPA . NPM1.FLT3-THD % [H 28748, [n] Jii P4 B 5 3
SEAFF BCOR R 2848 (1 1E # % 41 AML 834 1 W
EROR

4 RE

B 25 45 A8 2 R e 5 AR 0 S R 2 AMIL
A PR S IR R — R, B NZ
HAE MR Bt 5 S U 0 07 R 48 L L5
WP €L E S A 3R 0 260 AML 912067 S 36097 T

Je S5 75 ThI L A A AT O H— S B 0 S AR S I Y
R S A ) 24 R RN W PR BT 5 . R Sk S
14 % B o 25 A M 35 A% o L o3 1 A o S IR A Ll R
REAS R 51l 73 B A R 2 1S TR AR ) AMIL 12 W SR T
OYIZHEWE XK AML BE R B A,
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